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Amendments to the Claims ; 

i 

Please cancel the withdrawn Claims 4, 5, 11-18 and 54. Please amend Claims 21, 26, 34 
and 39. The Claim Listing below will replace all prior versions of the claims in the application: 



Claim Listing • 
1-20. (Canceled) 

i 

21. (Currently Amended) TW Mcihaii of Claim 19. A method for diafflosing the presence of 

a basement membrane disease in an indivi4ual t comprising detecting the presence of a mntariop in 

I 

exon 2 of the NPHS1 gene cortip risj ^g tfre qucleic acid sequence of SEQ ff> NO:l. wherein foe 

I 
j 

mutation results in a prematura stop codon in the exon and, wherein the mutation in exon 2 
comprises a two base pair deletjon ofnucleoti4es 121-122 of the NPHS1 gene , 

22. (Previously presented) 'jlie method of claim 2 1 , wherein the NPHS 1 gene is amplified prior 

to detecting the presence of the jmutation in exon 2. 

i 

23. (Previously presented) |The method of claim 22, wherein the amplification is by PCR and 
the primers used for amplification specifically amplify the exon 2 region of the NPHS1 gene. 

24. (Previously presented) Jhe method of claim 23, wherein the primers used for amplification 

i 

comprise DNA sequences comprising SEQ IP NO:3 or SEQ ID NO:4. 

25. (Canceled) | 

26. (Currently Amended) Tfh e mutation of claim 25 . A method for diagnosing die presence of 

a basement membrane disease ip an individual, comprising detecting die presence of a mutation m 

I 

exon 26 of the NPHSl gene comprising the nucleic acid sequence of SEP ID NO:l. wherein the 
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I 
I 

puliation in exon 26 comprises ajsjngje b^se change, and wherein the single base pair change results 

t 

in the nonsense mutation CGA-fTGA. 

27. (Currently Amended) ijbe method of claim 2* 26, wherein the NPHS1 gene is amplified 

prior to detecting the presence oif the mutation in exon 26. 

i 

2& (Previously presented) Tjie method of claim 27, wherein the amplification is by PCR and the 
primers used for amplification sjpecifically amplify the exon 26 region of the NPHS1 gene. 

29. (Previously presented) llhe method of claim 28, wherein the primers used for amplification 
comprise DNA sequences comprising SEQ ID NO:5 or SEQ ID NO:6. 

i 

30. (Previously presented) The) method of claim 29, wherein a novel restriction site is detected in 
the amplified product. ; 

31. (Previously presented) ! The method of claim 30, wherein the novel restriction site is 
susceptible to digestion with Dt^el, 

32. (Canceled) ! 

33. (Canceled) ! 

> 

34- (Currently Amended) jln uuiiliuil uf lUuu 32 : A method o f determining whether an 
incftvjcjijal is at risk for deve|op|ng a congenital nephrotic syndrome o f *+\? FlT^K* 1 Typ^ 
comprising ana}v2mg a nucleic jacjd sample containing the NPHS1 acne com prising the nucleic 
acid sequepce of SEP ID NO: 1 j. wherein the method comprises ana lyzing tfte exon 2 region of 
the NPHSl gene, wherein an irtdivjdnal at risk for developing a congenit al nephrotic syndrome 
has a mutation in exon 2, wherein the mutation in exon 2 comprises a two base pair detection 
deletion of nucleotides 121-122 of the NfPHSl gene . 
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35, (Previously presented) ijhe method of claim 34 wherein the NPHS I gene is amplified prior 
to detecting the presence of the ^nutation in exon 2. 

36, (Previously presented) jhe method of claim 35, wherein the amplification is by PCR and 
the primers used for amplification specifically amplify the exon 2 region of the NPHSl gene. 

37. (Previously presented) T|he method of claim 36, wherein the primers used for amplification 
comprise PNA sequences selected fiom the group consisting of SEQ ID NO:3 or SEQ ID NO:4- 

38. (Canceled) j 

39 (Currently Amended) Tf . , ■ „ i h >n »rriaiin 3Q. A method of determining whether an 

i 

individual is at risk for developing a congeniral nephrotic sy ndrome of the Finnish Type, 
comprising aimlv2inp a nucleic jacid samp le mnf aidi ng the NP HSl gene comprising the nucleic 
acid sequence of SEP TP NO:l j wftq-ein the method comprises ana lyzing the exon 26 region of 
the NPHSl pene, wherein an individual at risk foj 4evel opinfl a congenital nephrotic syndrome 
has at least one mutation in exoh 26, wherein the mutation in exon 26 comprises a single base 
pair change and, wherein the single base pair change results in the nonsense mutation CGA- 
>TGA. | 

40. (Currently amended) The method of claim 39, wherein the NPHSl gene ( SEQ ID NO. 1) is 

amplified prior to detecting theipresence of the mutation in exon 26. 

41 . (Previously presented) The method of claim 40, wherein the amplification is by PCR and 

! 

the primers used for amplification specifically amplify the exon 26 region of the NPHSl gene. 

i 

42 . (Previously presented) !The method of claim 4 1 s wherein the primers used for amplification 
comprise DNA sequences selected from the group consisting of SEQ ID NO:5 and SEQ ID NO:6. 
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r 

43 . (Previously presented) T[he method of claim 42, wherein a novel restriction site is detected 

in the amplified product, ; 

i 

44. (Previously presented) 'The method of claim 43, wherein the novel restriction site is 

i 

susceptible to digestion with Ddtel. 

45. (Currently amended) A fnethod for determining that an individual is not at risk for 
developing congenital nephritic -syndrome of the Finnish Type, wherein the 

syndrome is associated with a mutation in exon 2 or exon 26 of the NPHS1 gene, wherein the 

I 

method comprises analyzing thd exon 2 or exon 26 region of the NPHS1 gene encoded fo r b y 

l 

comprising the nucleic acid sequence of SEQ ID NO:l, wherein the individual not at risk for 
developing the syndrome does jpt have a mutation in exon 2 or exon 26, wherein the mutation 
in exon 2 comprises a two basejpair deletion of nucle otides 121-122 of die NPHS1 gene, andthe 
mutation in exon 26 comprises a single base change resultin g jn the nonsense mutation CGA -> 
ISA- I 

i 

46. (Canceled) | 

47. (Previously presented) The method of claim 45, wherein the NPHS1 gene is amplified 

I 

prior to analysis. • 

i 

48. (Previously presented) The method of claim 47, wherein the amplification is PCR 
amplification using primers comprising a DN A sequence selected from the group consisting of: 
SEQ ID NO:3, SEQ ID NO:4, ID NO:5, and SEQ ID NO:6. 

49. (Previously presented) A method for detecting the presence or absence of a mutation in the 

NPHS1 gene, comprising the sjeps of: 

t 

! 

I -5- 

i 
j 

i 
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analyzing a nucleic acid jest sample containing the NPHS1 gene encoded for by the nucleic 
acid sequence of SEQ JD NO: I {For at least one mutation in exon 2 or exon 26 of the gene; 

i 

comparing the results of the analysis of the test sample of step a) with the resuhs of the 

analysis of a control sample, wherein the control sample comprises a NPHSl gene encoded for by 

i 

the nucleic acid sequence of SEp ID NO: I without a mutation in exon 2 or exon 26; and 

determining the presenci or absence of at least one mutation in exon 2 or exon 26 in the test 

i 

sample. j 

i 

50. (Canceled) 

i 
I 

5 1 . (Previously presented) the method of claim 49, wherein the mutation in exon 2 is a two base 

I 

pair deletion and the mutation injexon 26 is a single base pair change, wherein either mutation results 

r 

in a premature stop codon in the exon. 

i 

52. (Previously presented) the method of claim 49, wherein the NPWSl gene is amplified prior 
to analysis. i 

53. (Previously presented); The method of claim 52, wherein the amplification isPCR 
amplification using primers comprising a DNA sequence selected from the group consisting of: SEQ 
ID NO:3 7 SEQ ED NO:4, SEQ ID NO:5, and SEQ ED NO:6. 

54. (Canceled) | 



-6- 



PAGE WW RCVD AT 5f26/2006 2:47:27 PM [Eastern Daylight Time] ' SVR:USPTO-EFXRM/20 1 DNISOTW * CSID:1978 341 0136 » DURATION (mm-ss):03-16 



BEST AVAILABLE COPY 



